Introduction
============

Rubinstein-Taybi syndrome is a congenital malformation disorder characterized by short stature, mental retardation, microcephaly, broad great toe and thumb, and various facial abnormalities (hypoplastic maxilla, prominent beaked nose, low-set ears, antimongoloid palpebral fissures).[@b1-opth-6-1369] First described in 1963 by Rubinstein and Taybi, this condition occurs in approximately one in 100,000 newborns. Most patients with Rubinstein-Taybi syndrome have a mutation of the CREB binding protein gene which codes for a regulatory protein in fetal development.[@b2-opth-6-1369] Most cases are isolated, but parental autosomal dominant transmission can be seen.[@b3-opth-6-1369] Various ocular abnormalities linked with this syndrome (84%) include glaucoma, down-slanting palpebral fissures, epicanthus, strabismus, cataract, refractive error, colobomata, highly arched eyebrows, nasolacrimal duct obstruction, and anterior segment dysgenesis.[@b1-opth-6-1369],[@b4-opth-6-1369] Van Genderen et al found a high frequency of electroretinographic abnormalities in 14 of 18 patients (78%), eight with decreased cone responses and six with decreased cone and rod responses. Similarly, 18 of 23 patients examined (78%) showed mild to severe fundus abnormalities including absent macular reflexes, increased reddening of the foveal area, unusual distribution of pigmentation, lacquer cracks, and chorioretinal coloboma.[@b1-opth-6-1369] While there are numerous publications on Rubinstein-Taybi syndrome, the literature on related ocular disturbances is limited. To our knowledge, there are no reports of fluorescein angiography evaluation of Rubinstein-Taybi syndrome. We report fluorescein angiography findings of vascular attenuation, prolonged arteriovenous transition time, delayed venous filling, small vessel leakage, and peripheral avascularity in a child with Rubinstein-Taybi syndrome.

Case report
===========

A 6-year-old male, born at 34 weeks' gestation with Rubinstein-Taybi syndrome due to CREB binding protein gene mutation underwent fluorescein angiography to characterize better his retinal vasculature attenuation. The patient had characteristic clinical features of Rubinstein-Taybi syndrome, including microcephaly, down-slanting palpebral fissures, broad thumbs and first toes ([Figure 1](#f1-opth-6-1369){ref-type="fig"}), bicuspid aortic valve, and an ocular history of high myopia −6.00 diopters, exotropia, epiblepharon, and congenital glaucoma status post trabeculotomy OU and Baerveldt glaucoma implant OS. Visual acuity was fix and follow OU. Intraocular pressures were 21 mmHg OD and 18 mmHg OS. Anterior segment examination showed clear corneas OU, clear lens OD, small nasal cataract OS, superonasal tube OS, and posterior synechiae OS. Fundus examination showed sharp discs with significant glaucomatous cupping OU and optociliary shunt vessel OS.

Retinal vasculature was attenuated OU. Choroidal vasculature was prominent due to diffuse retinal atrophy with scattered focal retinal pigment epithelial changes OU ([Figure 2](#f2-opth-6-1369){ref-type="fig"}). Fluorescein angiography showed retinal vascular attenuation, prolonged arteriovenous transition time with delayed venous filling OD ([Figure 3](#f3-opth-6-1369){ref-type="fig"}), and late small vessel leakage nasally OS ([Figure 4](#f4-opth-6-1369){ref-type="fig"}). A total of 360 degrees of peripheral avascularity was also evident OU ([Figure 5](#f5-opth-6-1369){ref-type="fig"}). Vital signs, including heart rate, blood pressure, and oxygen saturations were within normal limits throughout the examination.

Discussion
==========

The present case has many of the ocular findings commonly reported in Rubinstein-Taybi syndrome including down-slanting palpebral fissures, glaucoma, high myopia, strabismus, and retinal dystrophy.[@b5-opth-6-1369],[@b6-opth-6-1369] The fluorescein angiography findings of Rubinstein-Taybi syndrome identified in this case include vascular attenuation, prolonged arteriovenous transition time with delayed venous filling, small vessel leakage, and peripheral avascularity. Vascular attenuation is not a surprising finding because it is common to retinal dystrophies. Prolonged transit time has been identified in glaucoma, but the marked delay in this case is unexpected because intraocular pressures were controlled.[@b7-opth-6-1369] Prolonged transit time can also occur in chorioretinal inflammatory disorders.[@b8-opth-6-1369] An inflammatory process may have contributed to the prolonged transit time in this case. The late small vessel leakage showed that retinal vascular inflammation was present, and recent Baerveldt glaucoma implant surgery may have been a contributing factor. Peripheral avascularity, common in retinopathy of prematurity, familial exudative vitreoretinopathy, and incontinentia pigmenti, has not been described previously in Rubinstein-Taybi syndrome. The degree of peripheral avascularity in the present case is not typical for a birth history of 34 weeks' gestational age. Mutation of the CREB binding protein responsible for growth retardation and other skeletal and cardiac abnormalities in Rubinstein-Taybi syndrome may also affect vascularization of the retinal periphery. Further investigation with fluorescein angiography is warranted to characterize better the retinal vascular abnormalities of Rubinstein-Taybi syndrome.
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![Arteriovenous transit phase fluorescein angiography of right eye. (**A**) Arterial filling at 19 seconds. (**B** and **C**) Mid-venous phase at 42 and 46 seconds (asterisks identify areas of delayed venous filling). (**D**) Venous filling not complete until 49 seconds.](opth-6-1369f3){#f3-opth-6-1369}

![Late nasal small vessel leakage OS.](opth-6-1369f4){#f4-opth-6-1369}

![Montage fundus photograph showing peripheral avascularity.](opth-6-1369f5){#f5-opth-6-1369}
